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The A3243G mutation in the tRNALeu gene (UUR), is one of the most common
pathogenic mitochondrial DNA (mtDNA) mutations in France, and is associated
with highly variable and heterogeneous disease phenotypes. To define the
relationships between the A3243G mutation and mtDNA backgrounds, we
determined the haplogroup affiliation of 142 unrelated French patients – diagnosed
as carriers of the A3243G mutation – by control-region sequencing and RFLP
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